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Four frameshift mutations in neurofibromatosis type 1 caused by small insertions S D Colman, 

C R Abernathy, V T Ho, M R Wallace 

Syndrome of the month 

Multiple lentigines syndrome (LEOPARD syndrome or progressive cardiomyopathic lentiginosis) 

B D Coppin, I K Temple 

Short reports 

A family with a milder form of adult dominant polycystic kidney disease not linked to the PKD1 (16p) or 
PKD2 (4q) genes M Ariza, V Alvarez, R Marin, S Aguado, C Lopez-Larrea, ¥ Alvarez, M ¥ Menéndez, 

E Coto 

Identification of a recombination event narrowing the Lafora disease gene region LO Maddox, 

M Descartes, F Collins, ¥ Keating, S Rosenfeld, C Palmer, A F Carroll, R Kuzniecky 

The 12 base pair duplication/insertion alteration could be a regulatory mutation M Robdledo, A Osorio, 

C Sentis, Albertos, L Estevez, Benitez 

Phosphoserine phosphatase deficiency in a patient with Williams syndrome 7 Faeken, M Detheux, 

3-P Fryns, J-F Collet, P Alliet, E Van Schaftingen 

A case of apparent trisomy 21 without the Down’s syndrome phenotype D Avramopoulos, I Kennerknecht, 
G Barbi, D Eckert, # M Delabar, C Maunoury, A Hallberg, M B Petersen 

Congenital diaphragmatic hernia with probable autosomal recessive inheritance in an extended consan- 
guineous Pakistani pedigree S ¥ Mitchell, T Cole, D H A Redford 

A case of Lenz microphthalmia syndrome F F Ozkinay, C Ozkinay, H Yiiksel, A Yenigun, G Sapmaz, O Aksu 
The mitochondrial A3243G mutation presenting as severe cardiomyopathy L Vilarinho, F M Santorelli, 
M F Rosas, C Tavares, M Melo-Pires, S DiMauro 

A report of a child with a deletion (9)(q34.3): a recognisable phenotype? H Ayyash, R Mueller, E Maltby, 
P Horsfield, N Telford, R Tyler 
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Marfan syndrome A de Paepe, RC M Hennekam 

Book reviews 

Notice to contributors 


Original articles 

Localisation of a gene causing endocrine neoplasia to a 4 cM region on chromosome 1p35-p36 

C Williamson, A A } Pannett, } T Pang, C Wooding, M McCarthy, M N Sheppard, ¥ Monson, R N Clayton, 
R V Thakker 

RDS/peripherin gene mutations are frequent causes of central retinal dystrophies S Kohl, M Christ-Adler, 
E Apfelstedt-Sylla, U Kellner, A Eckstein, E Zrenner, B Wissinger 

The effect of FMR1 CGG repeat interruptions on mutation frequency as measured by sperm typing 

C B Kunst, E P Leeflang, ¥ C Iber, N Arnheim, S T Warren 

Craniosynostosis associated with FGFR3 pro250arg mutation results in a range of clinical presentations 
including unisutural sporadic craniosynostosis W Reardon, D Wilkes, P Rutland, L F Pulleyn, S Malcolm, 
$C S Dean, R D Evans, B M Fones, R Hayward, C M Hall, N C Nevin, M Baraitser, R M Winter 
Developmental enamel defects in tuberous sclerosis: a clinical genetic marker? N Flanagan, 

W F O’Connor, B McCartan, S Miller, 7? McMenamin, R Watson 

Cryptic terminal rearrangement of chromosome 22q13.32 detected by FISH in two unrelated patients 
K F Doheny, H E McDermid, K Harum, G H Thomas, G V Raymond 

De Lange syndrome: subjective and objective comparison of the classical and mild phenotypes 

3 E Allanson, RC M Hennekam, M Ireland 

Counselling dilemmas associated with the molecular characterisation of two Angelman syndrome 
families H L Gilbert, } L Buxton, C T J Chan, T McKay, S Cottrell, S Ramsden, R M Winter, M E Pembrey, 
S Malcolm 

Syndrome of the month 


Waardenburg syndrome A P Read, V E Newton 
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Short reports 


Neurogenic chronic idiopathic intestinal pseudo-obstruction, patent ductus arteriosus, and thrombocyto- 
penia segregating as an X linked recessive disorder D R FitzPatrick, L Strain, A E Thomas, D G D Barr, 
A Todd, N M Smith, W G Scobie 

Hydrocephalus and Hirschsprung’s disease in a patient with a mutation of LICAM WN Okamoto, Y Wada, 
M Goto 

Assessment of French patients with LPL deficiency for French Canadian mutations L Foubert, 

F L De Gennes, # P Lagarde, E Ehrenborg, A Raisonnier, # P Girardet, M R Hayden, P Benlian 

“Cutis tricolor”: congenital hyper- and hypopigmented macules associated with a sporadic multisystem 
birth defect: an unusual example of twin spotting? R Happle, G Barbi, D Eckert, I Kennerknecht 

Prenatal diagnosis of 22q11 deletions: a series of five cases with congenital heart defects F L Raymond, 
FM Simpson, C M Mackie, G K Sharland 

Phenotypic expression of the fibroblast growth factor receptor 3 (FGFR3) mutation P250R in a large 
craniosynostosis family A Golla, P Lichtner, S von Gernet, A Winterpacht, } Fairley 

Genetic heterogeneity in Schwartz-Jampel syndrome: two families with neonatal Schwartz-Jampel syn- 
drome do not map to human chromosome 1p34-p36.1 KA Brown, L I Al-Gazali, L M Moynihan, 

N F Lench, A F Markham, R F Mueller 

Monozygotic twins discordant for Aicardi syndrome T Costa, W Greer, G Rysiecki, # R Buncic, P N Ray 
Interstitial deletion, del(4)(q12q21.1), owing to de novo unbalanced translocation in a 2 year old girl: fur- 
ther evidence that the piebald trait maps to proximal 4q12 A Schinzel,C P Braegger, L Brecevic, F Dutly, 
F Binkert 

Familial four breakpoint complex chromosomal rearrangement as a cause of monosomy 9p22->pter and 
trisomy 10p11.2—pter and 11q21 analysed by dual and triple colour FISH  P Stankiewicz, E Kostyk, 

E Bocian, H Stanczak, ¥ Parczewska, E Piatkowska, T Mazurczak, F F Pietrzyk 
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Juvenile onset Huntington’s disease in an Omani child with asymptomatic, at risk parents EM Scrimgeour, 
R L Koul, P R Chand, 7 K } Tharakan, C A Frew 

Mirror hands and feet M A M van Steensel 

A study of brothers with Klinefelter syndrome CG Woods, ¥ Noble, A R Falconer 


Review article 


Nemaline myopathy: current concepts K N North, N G Laing, C Wallgren-Pettersson, and the 
ENMC International Consortium on Nemaline Myopathy 


Original articles 
The elusive Angelman syndrome critical region RF Trent, L } Sheffield, Z-M Deng, W S Kim, N T Nassif, 


C Ryce, C G Woods, R C Michaelis, ¥ Tarleton, A Smith 

Translocations involving 4p16.3 in three families: deletion causing the Pitt-Rogers-Danks 

syndrome and duplication resulting in a new overgrowth syndrome M W Partington, K Fagan, V Soubjaki, 
G Turner 

Abnormalities of copper accumulation in cell lines established from nine different alleles of mottled are the 
same as those found in Menkes disease W Masson, H Hughes, D Papworth, Y Boyd, N Horn 
Oculocutaneous albinism in an isolated Tonga community in Zimbabwe PM Lund, N Puri, 

D Durham-Pierre, R A King, M H Brilliant 

Unusual traits associated with Robinow syndrome MA Sabry, E A R Ismail, R L Al-Naggar, N A Al-Torki, 
S Farah, S A Al-Awadi, D Obenbergerova, L Bastaki 

Cost effectiveness of DNA diagnosis for four monogenic diseases AA PM van der Riet, B A van Hout, 
F F H Rutten 

Uptake of genetic testing for cancer predisposition DG R Evans, E R Maher, R Macleod, D R Davies, 

D Craufurd 

Comment 

What do we mean by genetic testing? PS Harper 

Syndrome of the month 

Nasu-Hakola syndrome: polycystic lipomembranous osteodysplasia with sclerosing leucoencephalopathy 
and presenile dementia A Vérloes, P Maquet, B Sadzot, M Vivario, A Thiry, G Franck 

Short reports 

A simplified assay for the arylamine N-acetyltransferase 2 polymorphism validated by phenotyping with 
isoniazid CA D Smith, M Wadelius, A C Gough, D Harrison, C R Wolf, A Rane 

Homozygosity for the predominant Cys282Tyr mutation and absence of disease expression in hereditary 
haemochromatosis DA Rhodes, R Raha-Chowdhury, T M Cox, ¥ Trowsdale 

Autosomal recessive diseases among Palestinian Arabs ¥ Zlotogora 

Two sibs with chorioretinal dystrophy, hypogonadotrophic hypogonadism, and cerebellar ataxia: Boucher- 
Neuhduser syndrome P Rump, B C # Hamel, A F L G Pinckers, P A van Dop 

A novel case of unilateral blepharophimosis syndrome and mentai retardation associated with de novo tri- 
somy for chromosome 3q_ TJ Cai, DA Tagle, X Xia, P Yu, X X He, L Y Li, ¥} H Xia 

Prenatal diagnosis of de novo proximal interstitial deletion of 14q associated with cebocephaly C-P Chen, 
C-C Lee, L-F Chen, C-Y Chuang, S-W Fan, B-F Chen 

Diamond-Blackfan anaemia in a girl with a de novo balanced reciprocal X;19 translocation P Gustavsson, 
G Skeppner, B fohansson, T Berg, L Gordon, A Kreuger, N Dahl 

Interstitial duplication of the short arm of chromosome 2: report of a new case and review A Mégarbané, 
N Souraty, M Prieur, D Theophile, P Chédid, } Augé, M Vekemans 
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Letters to the Editor 

Genotype-phenotype correlation in five cystic fibrosis patients homozygous for the 621+1G—~T 

mutation M De Braekeleer, C Allard, f#-P Leblanc, F Simard, G Aubin 

A new cytofluorometric approach to detect fetal cells in the maternal circulation M Hengstschlager, 

G Bernaschek 

Segregation distortion of the CTG repeats at the myotonic dystrophy (DM) locus: new data from Brazilian 
DM families M Zatz, A Cerqueira, M Vainzof, M R Passos-Bueno 

Book reviews 

Notices 


Original articles 

Severe manifestions in carrier females in X linked retinitis pigmentosa FE Souied, B Segues, I Ghazi, 

3-M Rozet, S Chatelin, S Gerber, I Perrault, A Michel-Awad, M-L Briard, G Plessis, ¥-L Dufier, A Munnich, 

Kaplan 

Spectrum of clinical features associated with interstitial chromosome 22q11 deletions: a European collabo- 
rative study A K Ryan, J A Goodship, D I Wilson, N Philip, A Levy, H Seidel, S Schuffenhauer, H Oechsler, 
B Belohradsky, M Prieur, A Aurias, F L Raymond, ¥ Clayton-Smith, E Hatchwell, C McKeown, F A Beemer, 

B Dallapiccola, G Novelli, ¥ A Hurst, ¥ Ignatius, A ¥ Green, RM Winter, L Brueton, K Brondum-Nielsen, 

F Stewart, T Van Essen, M Patton, ¥ Paterson, P ¥ Scambler 

The clinical and molecular genetic approach to Duchenne and Becker muscular dystrophy: an updated 
protocol A # van Essen, A L } Kneppers, A H van der Hout, H Scheffer, I B Ginjaar, L P ten Kate, 

G-} B van Ommen, C H C M Buys, E Bakker 

A syndrome including thumb malformations, microcephaly, short stature, and hypogonadism 

F Zlotogora, } Dagan, A Ganen, M Abu-Libdeh, Z Ben-Neriah, T Cohen 

Characterisation of a satellited non-fluorescent Y chromosome (Y"") by FISH RS Verma, 

S K Gogineni, S M Kleyman, R A Conte 

Paternally inherited duplications of 11p15.5 and Beckwith-Wiedemann syndrome A Slavotinek, L Gaunt, 
D Donnai 

Genetic heterogeneity of autosomal dominant polycystic kidney disease in Argentina D M Iglesias, 

R S Martin, A Fraga, M Virginillo, A R Kornblihtt, E Arrizurieta, M Viribay, ¥ L San Millan, M Herrera, 

V Bernath 

Evaluation of a project to enhance knowledge of hereditary diseases and management 

I R Walpole, C Watson, D Moore, ¥ Goldblatt, C Bower 

Syndrome of the month 

Wolfram (DIDMOAD) syndrome TG Barrett, S E Bundey 

Short reports 

Marshall-Smith syndrome: the expanding phenotype D K Williams, D R Carlton, S H Green, K Pearman, 
T R P Cole 

Renal tubular dysgenesis with calvarial hypoplasia: report of two additional cases and review 

D E McFadden, 7 T Pantzar, M I Van Allen, S Langlois 

Macrocephaly, epilepsy, autism, dysmorphic features, and mental retardation in two sisters: a new auto- 
somal recessive syndrome? K H Orstavik, P Stremme, F Ek, A Torvik, OH Skjeldal 

Parent-child transmission of infantile cholestasis with lymphoedema (Aagenaes syndrome) 

A AM Morris, ¥ S S Sequeira, M Malone, S F Slaney, P T Clayton 

Spondylo-mesomelic-acrodysplasia with joint dislocations and severe combined immunodeficiency: a 
newly recognised immuno-osseous dysplasia A Castriota-Scanderbeg, R Mingarelli,G Caramia, P Osimani, 
R S Lachman, D L Rimoin, W R Wilcox, B Dallapiccola 

The phenotypic effects of chromosome rearrangement involving bands 7q21.3 and 22q13.3 A Slavotinek, 
E Maher, P Gregory, P Rowlandson, S M Huson 

Interstitial deletion of bands 4q12—>q13.1: case report and review of proximal 4q deletions A Slavotinek, 
H Kingston 

Isolated sacral agenesis in a fetus monosomic for 7q36.1—qter N M Savage, N A Maclachlan, C A Foyce, 
I E Moore, ¥ A Crolla 

Persistence of Mediterranean anaemia in Sicily M A Romeo, F Di Gregorio,G Russo 

Instability of normal (CTG), alleles in the DM kinase gene D ¥ Dow, D C Rubinsztein, ¥ R W Yates, 

D E Barton, M A Ferguson-Smith 

Mutation in the 3' region of the a-l-antitrypsin gene and chronic obstructive pulmonary disease 

A F Sandford,  F Spinelli, T D Weir, P D Paré 

Letters to the Editor 

The Gene Bomb D E Comings 

Gaucher disease plus E Sidransky, E I Ginns 

Molecular characterisation of cystic fibrosis patients in the state of Sao Paulo (Brazil) EA Parizotto, 

C S Bertuzzo, A F Ribeiro 
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Correction 

Notice to contributors 


Original articles 


Clustering of Y chromosome deletions in subinterval E of interval 6 supports the existence of an oligo- 
zoospermia critical region outside the DAZ gene _ L Stuppia, V Gatta, G Mastroprimiano, F Pompetti, 
G Calabrese, P G Franchi, E Morizio, R Mingarelli, M Nicolai, R Tenaglia, L Improta, V Sforza, S Bisceglia, 
G Palka 


Low frequency of BRCA1 germline mutations in 45 German breast/ovarian cancer families | U Hamann, 
M Hainer, U Stosiek, G Bastert, R Scott 

Atypical hereditary neuropathy with liability to pressure palsies (HNPP): the value of direct DNA 
diagnosis M Sessa, R Nemni, A Quattrini, U Del Carro, L Wrabetz, N Canal 
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Mutation and haplotype analysis of phenylalanine hydroxylase alleles in classical PKU patients from the 
Czech Republic: identification of four novel mutations L Kozak, M Blazkova, V Kuhrova, A Pijackova, 
S Rizickova, S Stastna 

Different proximal and distal rearrangements of chromosome 7q associated with holoprosencephaly 

B Benzacken, } P Siffroi, C Le Bourhis, K Krabchi, N Foyé, F Maschino, F Viguié, 

F Soulié, M Gonzales, G Migné, M Bucourt, F Encha-Razavi, Lionel Carbillon, ¥ L Taillemite 

Familial streptomycin ototoxicity in a South African family: a mitochondrial disorder _%C Gardner, 

R Goliath, D Viljoen, S Sellars, G Cortopassi, T Hutchin, ¥} Greenberg, P Beighton 

DNA testing for fragile X syndrome: implications for parents and family M A van Ryn, B BA de Vries, 
A Tibben, A M W van den Ouweland, D F 7 Halley, M F Niermeijer 

Rapid identification of multiple supernumerary ring chromosomes with a new FISH technique 

C Mackie-Ogilvie, K Waddle, # Mandeville, M 7 Seller, Z Docherty 

Syndrome of the month 

Prader-Willi syndrome Cassidy 

Short reports 

Prenatal diagnosis of the fragile X syndrome: loss of mutation owing to a double recombinant or gene 
conversion event at the FMRI locus M Losekoot, E Hoogendoorn, R Olmer,C C A M fFansen, 

$C Oosterwyk, A M W van den Ouweland, D F 7 Halley, S T Warren, R Willemsen, B A Oostra, E Bakker 
Conotruncal heart defect/microphthalmia syndrome: delineation of an autosomal recessive syndrome 

M C Digilio, B Marino, A Giannotti, B Dallapiccola 

Paternal transmission of congenital myotonic dystrophy CEM de Die-Smulders, H ¥ M Smeets, W Loots, 
H B M Anten, F F Mirandolle, # P M Geraedts, C ¥ Héweler 

Misleading linkage results in an NF2 presymptomatic test owing to mosaicism E K Bilsma, A $ Wallace, 
D GR Evans 

Associated malformations in the family of a patient with Meckel syndrome: heterozygous expression? 

R Gulati, S R Phadke, S S Agarwal 

Mucopolysaccharidosis type I: identification of novel mutations that cause Hurler/Scheie syndrome in 
Chinese families G-¥ Lee-Chen, T-R Wang 

Radial aplasia and chromosome 22q11 deletion M C Digilio, A Giannotti, B Marino, A M Guadagni, 
M Orzalesi, B Dallapiccola 

Double partial trisomy 9q34.1—>qter and 21pter—>q22.11: FISH and clinical findings 7 Mattina, 

M Pierluigi, D Mazzone, S Scardilli, C Perfumo, F Mollica 

Germline duplication of chromosome 2p and neuroblastoma FS Patel, ¥ Pearson, L Willatt, T Andrews, 
R Beach, A Green 

Median cleft of upper lip and pedunculated skin masses associated with de novo reciprocal translocation 
46,X,t(X;16)(q283q11.2) M Masuno, K Imaizumi, Y Fukushima, Y Tanaka, T Ishii, M Nakamura, 

Y Kuroki 


Diagnostic advances 


Rapid detection of the major deletion in the Batten disease gene CLN3 by allele specific PCR 
PE M Taschner, N de Vos, M H Breuning 
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Methionine synthase and neural tube defects = K Morrison, Y H Edwards, S A Lynch, } Burn, F Hol, 
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Limb-girdle muscular dystrophy or spinal muscular atrophy: a source of diagnostic confusion? 

R Pogue, T fackson, B Sayli, A Curtis, K M D Bushby 
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An ancestral core haplotype defines the critical region harbouring the North Carolina macular dystrophy 
gene (MCDR1) CG Sauer, H D Schworm, M Ulbig, A Blankenagel, K Rohrschneider, D Pauleikhoff, 

T Grimm, B H F Weber 

Linkage studies in dominant optic atrophy, Kjer type: possible evidence for heterogeneity M Ff Seller, 
¥ T Behnam, C M Lewis, R L Fohnston, M A Burdon, D F Spalton 

Genetic epidemiology of muscular dystrophies resulting from sarcoglycan gene mutations M Fanin, 
D } Duggan, M L Mostacciuolo, F Martinello, M P Freda, G Sorari, C P Trevisan, E P Hoffman, C Angelini 
Muscular involvement in the Holt-Oram syndrome S Spranger, H Ulmer, F Tréger, O Jansen, ¥ Graf, 
H-M Metnck, M Spranger 

Analysis of spinocerebellar ataxia types 1, 2, 3, and 6, dentatorubral-pallidoluysian atrophy, and 
Friedreich’s ataxia genes in spinocerebellar ataxia patients in the UK 7 Leggo, A Dalton, P ¥ Morrison, 
A Dodge, M Connarty, M F Kotze, D C Rubinsztein 

Features of DiGeorge syndrome and CHARGE association in five patients Pde Lonlay-Debeney, 

V Cormier-Daire, ¥ Amiel, V Abadie, S Odent, A Paupe, S Couderc, A-L Tellier, D Bonnet, M Prieur, 

M Vekemans, A Munnich, S Lyonnet 

BRCAI and BRCA2 mutation analysis in 86 early onset breast/ovarian cancer patients AM Garvin, 
M Attenhofer-Haner, R F Scott 

Novel and characteristic CFTR mutations in Saudi Arab children with severe cystic fibrosis 

EA El-Harith, T Dérk, M Stuhrmann, H Abu-Srair, A Al-Shahri, K-M Keller, M } Lentze, ¥ Schmidtke 
Effects of consanguineous marriage on reproductive outcome in an Arab community in Israel L Jaber, 
P Merlob, R Gabriel, M Shohat 

Genetic heterogeneity of Meckel syndrome ¥ Roume, H W Ma, M Le Merrer, V Cormier-Daire, D Girlich, 
E Genin, A Munnich 
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Syndrome of the month 
Peutz-Jeghers syndrome IPM Tomlinson, R S Houlston 
Short reports 


Multiple congenital anomalies including the Rieger eye malformation in a boy with interstitial deletion of 
(4)(q25—>q27) secondary to a balanced insertion in his normal father: evidence for haplotype insufficiency 
causing the Rieger malformation A Schinzel, L Brecevic, F Dutly, A Baumer, F Binkert, R H Largo 

A new locus for non-syndromal, autosomal recessive, sensorineural hearing loss (DFNB16) maps to 
human chromosome 15q21-q22 DA Campbell, D P McHale, K A Brown, L M Moynihan, M Houseman, 
G Karbani, G Parry, A H JFanjua, V Newton, L Al-Gazali, A F Markham, N $ Lench, R F Mueller 
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Genetic linkage analysis of 14 candidate gene loci in a family with autosomal dominant osteoarthritis with- 
out dysplasia J Meulenbelt,C Bijkerk, F C Breedveld, P E Slagboom 

Frequency of the G6PD nt 1311 C/T polymorphism in English and Iranian populations: relevance to stud- 
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